Complaint: A non-tender, non-inflamed swelling of the proximal interphalangeal joint of the right index finger. History: Normal pregnancy, delivery and birthweight. Cyanosis appeared on the second day of life and because infection was thought possible a course of tetracycline was given. The primary teeth erupted late and were described as beingsmall and brown.
On examination: The primary teeth are hypoplastic and discoloured, but the secondary teeth are erupting normally. There was a slight swelling of the proximal interphalangeal joint of the right Mndex finger. The fingers were very flexible and gave a feeling of strips of rubber. He had a marked ability to hyperextend the fingers giving a swan-neck deformity. The other joints were not affected. Skin, finger nails and patellk were normal.
Investigations: Full blood count, plasma electrolytes, alkaline phosphatase, serum glutamicoxaloacetic transaminase, serum glutamic-pyruvic transaminase, cholesterol, protein-bound iodine, urine amino acid and sugar chromatography, twenty-four-hour urine calcium and phosphate and chromosomes were all normal.
Case 2 B I, girl aged 10, sister of Case 1 Height 59 in. Weight 50 lb No complaint; past history not pertinent On examination: Normal child apart from the same findings in the hands as in Case 1.
Case 3 M I, woman aged 47, mother of Cases 1 and 2 Height 611 in. Weight 150 lb History: This woman has always had a marked ability to hyperextend the fingers. She was an only child and had a normal childhood. Her mother, an aunt, an uncle and a cousin also have a marked ability to hyperextend the-fingers and suffer from premature osteoarthritis. There were four spontaneous abortions before the birth of Case 2. Shortly after this birth, the first of her two children, she developed a wobbly gait which rapidly progressed into severe osteoarthritis of the hips. On examination: There are the same findings in the fingers as in those of the children, but in addition the fingers are now short. The condition of the hips was compatible with severe disabling osteoarthritis.
X-ray ofHands Case I (Fig 1) : Gross delay of ossification of all growth centres with only one small centre of ossification in the whole of the wrist. At the proximal ends of the metacarpals and distal ends of the shafts of the phalanges there are pseudoepiphyses. The true epiphyses of the phalanges Fig 1 Case 1 X-ray ofhands showing gross delay ofcarpal ossification, pseudo-epiphyses at proximal ends ofsecond, third, fourth and fifth metacarpals, cone p epiphyses and widenedjoint spaces are small, irregular and cone-shaped. The apices of the cones are prematurely fusing with the metaphyses. The metaphyses are frayed, giving the appearance of healing rickets. Case 2: Not as striking as Case 1 but still showing a marked delay of ossification, pseudo-epiphyses, cone-shaped epiphyses and frayed metaphyses. Case 3: Diminished joint spaces and lipping of the cortex near the joints suggesting mild changes of osteoarthritis. Survey Skeletal survey of the children revealed gross widening of all joint spaces, irregular epiphyses and a hypoplastic pelvis. All findings were consistent with a generalized delay of ossification. The mother has severe osteoarthritic destruction of the hips. The other joints are only mildly affected.
Discussion
The name 'peripheral dysostosis' was first used by Brailsford. It is a term used to denote a rare form of chondrodysplasia which is characterized by cone-shaped epiphyses in the phalanges with a paucity of signs and symptoms elsewhere. Recently, peripheral dysostosis has again appeared in the literature. These recent reports do not all seem to be the same syndrome, but they all have in common cone-shaped epiphyses in the phalanges.
Cone-shaped epiphyses have also been described in connexion with other more generalized forms of chondrodysplasias. We have so far not been able to find a case report of a hereditary disorder of the bones which is characterized by a marked delay in ossification, cone-shaped epiphyses of the phalanges and hyperextensibility and hyperflexibility of the fingers. Therefore, it is suggested the term 'hereditary peripheral dysostosis' be used for these cases. BIBLIOGRAPHY A case of this rare cause of abdominal swelling in the neonatal period was discussed with regard to the multiple presentation of vaginal, intestinal, urinary and venous obstruction. The management was briefly described.
